FIGURE AP view ofthe patient at seven months. Note the short palpebral fissures and long and prominent philtrum.
Medical history
Hypothyroidism diagnosed and treated from the first month. Ear infection at five months. Constipation from the first month. Referred for genetic counselling at six months.
Clinical examination
At seven months (figure). Weight 7150 g (<3rd centile), length 62-5 cm (<3rd centile), head circumference 40-5 cm (<3rd centile). Severe global retardation. High, sloping forehead, thick metopic suture, small palpebral fissures (17 mm), flat nasal bridge, bulbous nasal tip, long and prominent philtrum, microstomia, microretrognathia, low set, malformed ears, short neck, diastasis of recti, unilateral cryptorchidism, and sacral dimple. Bilateral upper limb postaxial polydactyly, postaxial polydactyly on left foot, and narrow, hyperconvex toe nails.
At one year. Weight 8300 g (3rd centile), length 68 cm (<3rd centile), head circumference 42-5 cm (<3rd centile).
Severe global retardation.
Investigations
Low neonatal thyroxine (4-4 Rg/100 ml, normal range 6-0 to 15-0). Serum TSH at five months was 2-6 sL/ml (normal, up to 8-0 RI/ml). Radiographs of the knees and wrists at three months showed absence of the distal femoral, proximal tibial, and distal ulnar and radial epiphyseal centres. A CT scan of the head at one year was normal. Normal G banded male karyotype in cultured lymphocytes and fibroblasts. 
